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What are GWAS?

A genome-wide association study 
(GWAS) is defined as a study of genetic 
variation across the human genome, 
which is designed to identify genetic 
associations with observable traits, 
such as blood pressure or weight, or 
the presence or absence of a disease 
or condition. 



Guiding Principle:

The greatest public benefit will be realized 
if data from GWAS are made available, 
under terms and conditions consistent 
with the informed consent provided by 
individual participants, in a timely manner 
to the largest possible number of 
investigators.



Rationale: Data Sharing 

NIH is the steward of the American public’s 
investment in global health.

Information which is not shared represents 
lost opportunity to improve the health of 
the public.

NIH has been encouraging wide sharing of 
information for several years.



Proposed NIH Policy for GWAS

Data Management
– Protection of Research Participants
– Data Submission Procedures
– Data Access Principles

Scientific Publication 
Intellectual Property
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Human Subjects Issues – Data 
Submission

Local IRB approval required prior to submission to 
GWAS data repository

Submission accompanied by institutional statement that 
data is provided in accord with all applicable laws and 
regulations

Information regarding any limitations on data use is 
requested at time of application (e.g., limitations 
imposed by existing informed consent)
The GWAS Database itself would not be engaging in 
human subjects research

– Data will be coded by submitting investigators
– Agreements will be signed stipulating that key codes will 

not be shared



Potential Identifiers

Geographic subdivisions smaller than the 
state will be needed for genetic-
environmental interaction studies

Dates smaller than a year may be needed 
for some studies

A code will be retained to link to data so 
that it can be updated or withdrawn
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Data Access Committee
Model Data Access Committees Policies and 
Procedures have been developed by GAIN and 
Framingham SHARe and GAIN.

Investigators who request GWAS data provide 
through a Data Distribution Agreement
– Description of proposed research projects 
– Data Use Certification agreeing to defined period 

during which manuscripts will not be submitted for 
publication

– Agreement to protect confidentiality of data
– Annual progress reports



Human Subjects Issues – Data 
Access 

OHRP has confirmed that secondary data users will not be 
conducting human subjects research under 45 CFR 46
Access requests may ask for proposed research use of data

– Specified research use parameters should respect original 
informed consent provisions

Access requests will stipulate that requestors will NOT:
– Attempt to identify individuals within the study
– Share the data with third parties

Investigators and home institutions will be responsible for 
compliance with federal, state, and local policies, such as

– HIPAA
– 45 CFR 46
– Local institutional review 



Publication

Period of exclusivity for Primary 
Investigators
– Proposed period 9 months

Acknowledgement of contributing 
investigators and funding organization 



Intellectual Property

NIH urges that genotype-phenotype associations 
remain available to all investigators, 
unencumbered by IP claims

NIH discourages premature claims on pre-
competitive information

NIH encourages broad use of NIH supported 
genotype-phenotype data consistent with NIH’s 
Best Practices for Licensing with Genomic 
Inventions



Jun 1: Cycle II 
Due Date

May 15:  NIH GWAS Notice to Applicants

Aug 30– Oct 31:  RFI for Public Comment (60 Days)
Sept – Nov: Public Consultation (e.g., Town Hall
Mtg., Science Mtgs.)

Mar 1 – April 1: 
Final Policy Release

Jan 1 – Mar 1: 
Develop Policy & Final 
Approvals

Jun 16: Internal FAQs Distributed to IC Contacts

Jun 13 – Jul 31:  SACGHS Public Comment Period
Jan 31 – Mar 8:  RFI: NHLBI Policy for Distributed Data

Jan. Feb. Mar.April

2007

May June July Aug.Sept.Oct. Nov. Dec. Jan. Feb. Mar.April May June

2006

Phase I:
Planning

Phase II:
Public Consultation

Phase III:
Policy Dev.

Phase IV:
Implementation

July

Timeline for Proposed GWAS Policy



Google: “GWAS policy”



Questions for 
Public Consultation
1. What are potential benefits and risks to research participants of 

sharing phenotypic and genotypic data without  information that 
would identify research participants? 

2. Are additional protections needed to minimize risks to research 
participants whose personal identifying information has been 
removed?

3. What are the advantages and disadvantages of: 
a. A centralized NIH data repository? 
b. The proposed approach to data submission? 
c. A grace period for scientific publication? 
d. The approach to intellectual property?

4. What specific resources may investigators and institutions need
to meet the goals of this proposed policy? 
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GWAS Number of Comments Received 
Daily August 30 – November 16, 2006

Announcement in NIH 
Guide and Federal Register

Cumulative – 145 Responses

This represents all the comments received during the commenting period but we are still verifying through our quality control 
process that there are no duplicate records, and that all the responses mailed, e-mailed or faxed have been entered into the 
database.

Comment Extension 
Announcement in NIH Guide



For More Information  

http://grants.nih.gov/grants/gwas/index.htm

GWAS@nih.gov

Town Hall Meeting: December 14, 2006, 
Bethesda



Benefits of the GWAS Data 
Repository

Improve Health: Better understand the health 
needs of the public and facilitate the 
development of improved diagnostic tools and 
design of new, safe and highly effective 
treatments.

Maximize Public Investment: Accelerate the 
discovery of associations between genetic 
data and disease, while minimizing research 
costs.
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